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In this issue of The Journal of Clinical Ethics, in “Uncertainty and Moral Judgment: The Limits of Reason in
Genetic Decision Making,” Mary T. White asks several ethical questions involving genetics. The most important
of these may be the extent to which we, as careproviders, should abandon our traditional allegiance to being
ethically nondirective.
We should consider this change due to recent advances in genetics that have increased the benefits of genetic
testing. This following case is an example: a 48-year-old woman tested positive for the BRCA1+ gene and so
was considered to be at high risk of acquiring ovarian cancer, but she refused follow-up evaluation and care. Her
genetic counselor chose to be radically directive, and called the woman regularly over 12 months, urging her to
have further evaluation until eventually she sought treatment. It was found that she did have ovarian cancer, and
her surgeons, fortunately, were able to remove it all before it spread.1 Whether the counsellor should have taken
this approach is open to question,2 but in this case it may have been lifesaving.
We know that some patients make decisions that do not seem to be best from an objective point of view.
Some patients’ decisions do not even seem to reflect their actual desires. Why might this happen? In some
instances, patients may be at great genetic risk, but engage in total denial. They may, like the 48-year-old patient,
not take measures that could save their lives. Unlike that patient, they may not agree to genetic testing that could
help them determine what else they should do. When we are more directive with patients, we may be able to help
them overcome their denial, and so this approach seems worth consideration.
But there are also well-recognized risks that caused genetic counselors to be nondirective in the first place.
For instance, it is feared that we may impose our own moral views on patients, which may violate their autonomy
and harm their self-esteem. If patients feel anger or depression in response, this may change the decisions they
make; for example, if they are angry, they may choose not to go for genetic testing because this is what we
recommend. Or, when we are directive, some patients may feel that we are telling them what to do, and they may
feel less self-esteem and not go for testing because they feel “down” on themselves. Some patients may be so
offended that they won’t return for follow-up counseling and suffer a worse ultimate outcome. Given these
concerns, should we be more directive? And if we should, when?
Readers may ask why genetic counseling shouldn’t be left to genetic counselors, who receive special training. The answer is that the number of patients who may need or benefit from genetic counseling is far greater
than what we may assume, and the number of genetic counselors is far short of being able to meet patients’ needs.

Edmund G. Howe, “ ‘I’m Still Glad You Were Born’ — Careproviders and Genetic Counseling,” The Journal of Clinical Ethics 18, no. 2 (Summer
2007): 99-110.

As a result, in most cases, patients will depend on the careprovider they usually see for genetic counseling.
How patients fare with genetic illness often is not determined by the seriousness of the disease — at least
until its final stages — but rather how they perceive their own situation.3 The implications of these findings
for careproviders are immense: what we do may actually determine patients’ outcomes, for better or for
worse.
GENERAL PRINCIPLES
To help patients gain the most from genetic counseling, we should focus on establishing and maintaining
our relationships with them and to maintaining their self-esteem. Without the relationships we may have no
patients left to treat; patients who feel badly about themselves often make poor decisions. If we choose to be
directive, we may violate patients’ denial, and the patient/careprovider relationship may be “fatally” changed:
patients may no longer feel safe enough to discuss their genetic options openly with us.
Patients may also feel that we “talk down” to them,4 which may infantilize or anger them, and threaten
their self-esteem. Perhaps the patients suffered some loss of self-esteem when they first learned that they
might have a genetic illness (or be a carrier).5 The loss may occur due to feeling a change in identity or
feeling fear. Greater loss may occur if they later go for testing, whether the results are positive, negative, or
uncertain. Patients who lose a relationship with a careprovider, or who lose self-esteem, may make decisions
that are based not on what they really want, but on what they feel. They may seek out additional information
from their careprovider, not to help make a decision, but to rationalize a decision they have already made
based on emotional reasons.
Patients tend to make genetic decisions on the basis of their feelings, and, as Mary White notes, these
decisions are often “non-rational.” That patients tend to make genetic decisions based on non-rational or
irrational feelings has led to an important finding: most patients must be emotionally engaged to benefit
from genetic counseling.6 This makes sense, as persons don’t usually make personal decisions based solely
on statistics. Thus, if patients make genetic decisions based on feelings, and the feelings are irrational, the
only way to help patients may be to help them change their feelings. The best way may be to directly engage
their emotions. Recent studies suggest that we can engage patients’ emotions most effectively when we share
a relationship with them that is safe and trusting.7 There are ways that we can be directive and also reduce the
risk of harming patients.8 Two of these approaches are especially promising.
THE “MAGIC” OF SAYING WHY
Patients who face genetic illness state repeatedly that what they need most, in addition to genetic information, is emotional support from their careproviders (and others).9 In general, if we can express any positive feeling — verbal or nonverbal — that is genuine and caring, it will enhance our relationship with
patients and enhance their self-esteem. Although this is not difficult to do, we may not do it; all too often
patients bitterly say their careprovider “doesn’t seem to care.” Showing that we care is especially important
when we do genetic counseling and try to engage patients emotionally, even though this may be incompatible with conventional nondirective counseling.
An example of what I call the “ ‘magic’ of saying why” makes this case. A patient called me and said he
had sudden strong impulses to take his life. He had been in a therapy group and there met a new best friend
— actually, his sole friend. When he shared with the group that he and the other group member had become
friends, the leader of the group told him that he could not continue to participate in the group and continue to
meet outside the group with his friend. (This is a routine “rule” in certain kinds of group therapy, and the
group leader probably provided guidelines when the group had started to meet, but the patient apparently
missed that, and felt beat up.)
Over the phone, with the patient still feeling acutely suicidal, I tried to explain why. “It’s a ‘ground rule,’
virtually always the case in groups like this. When your doctor said this to you, it wasn’t at all personal. The
assumption underlying this rule is: if any person from the group meets outside the group with a friend from
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the group, the friends may share what is most important with each other, but not with the whole group. Then,
patients may not benefit from the group.”
“Oh,” he said after a silence, and then reported that his suicidal feelings had “disappeared.”
If we aren’t the kind of persons who experience such sudden, profound shifts in feelings, we may not
know that this kind of shift can occur. Regardless, in patients whose emotions are labile, this kind of shift
isn’t uncommon. What I hope to show is the profound and possibly lifesaving results of taking time to
explain why.
During genetic counseling, patients sometimes ask careproviders what they would do, if they were in the
patients’ situation.10 Should we refuse to answer, patients may experience this as an assault, especially since
they took the initiative and found the courage to ask. There are some examples in the medical literature that
illustrate how we should not respond — although these responses may still be recommended today. One
recommended response is to say: “I’m wondering if you wish that someone could tell you what to do.”
Another is: “What are you hoping that I’ll say?” Still another is: “Perhaps you wish that I could tell you the
‘right’ answer.”11 These responses correctly intend to gain information, but they all risk harming the relationship and patients’ self-esteem by conveying to them that we have more knowledge about the patients than
they do, themselves. Based on our response, patients may feel that they are being talked down to.
Yet another recommended response is: “I’ll answer, but only if you first explain to me your reasons for
asking.”12 This is also a mistake, as it also may convey that we see ourselves as knowing more about patients
than they know about themselves and, thus, are talking down to them. What can we do instead?
We could say we will share what we would do, but would like to ask first for the patient to identify what
he or she hopes to gain. We can explain: “If I answer your question first, then you may not know what you
are hoping I might say, and that information about yourself could be very important as we work together to
enable you to decide what you want to do.” We can say: “As you know, what I would do may be the total
opposite of what you should do. Only you have lived in your shoes your whole life, so only you know what
is most important to you.”
A separate question is whether we should take the initiative to offer what we would do even when a
patient doesn’t ask. We can obviously ask every patient if she or he would find this helpful, which is clearly
the opposite of being nondirective. We can even encourage patients to answer “no,” and say, “I have a sense
of what I might do if I were in your shoes. You might find that useful — or not. Maybe you feel you have all
the information you want, and don’t want to discuss anything else. If you think my telling you what I might
do would help, I will. What would you like?”
Taking this approach serves several positive ends. First, the information may benefit the patient. Second,
taking the initiative to offer advice to all patients avoids discriminating between patients who are assertive
and ask for help and those who are not. Third, offering in this way has a personal, caring connotation. When
we go further to try to maximize the chance for a good outcome, it conveys to patients that we care about
them.
THE MAGIC OF ANTICIPATING AND FOREWARNING
As noted above, should we choose to be more directive, it may adversely affect our relationships with
patients or their self-esteem. A way to reduce this risk is to anticipate any ambiguous meanings in what we
plan to say and forewarn patients that what we say could be misinterpreted. We can say that what we plan to
say is directive and intended to be helpful, but it may seem as though we are trying to impose our own view.
This may cause resentment, and given this, should we continue?
We have to anticipate that patients may misinterpret what we say and respond negatively whenever we
do anything more than just provide information. This is particularly important in genetic counseling, which
includes asking patients to reflect — asking questions about feelings they may want to deny, which can feel
threatening.
As a hypothetical example, perhaps a patient is trying to decide whether to abort a fetus she has learned
has a very serious genetic disease. She says to her careprovider, “I know that my having an abortion would
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be best for my family.” Her careprovider, wanting to engage her emotionally, might ask, “But how about
you?” because he noticed that she remained silent after speaking, suggesting that she was somehow stuck
emotionally after saying this. In these kinds of situations, there are any number of mildly directive, more
reflective questions we can ask patients to try to engage them emotionally.
But, as noted before, these kinds of questions may threaten a patient’s denial. In the above example, for
instance, the patient might experience her careprovider’s prompting query as “pushing her,” and as an attempt to impose his bias against her decision to have an abortion. To do our best for our patients, we must try
to reduce the risk that a patient may make a wholly unwarranted inference. We can reduce the risk by trying
to anticipate this and say something such as: “I want to ask you something that may feel as though I am
pushing you a bit. Maybe you won’t think that, but it’s possible, even when that isn’t my intent. You might
feel resentful, because that’s how we all work — we can’t help it. So, knowing this, do you want me to go
ahead and ask you a question that might cause some pain?”
Of course, if we ask this, some patients may answer falsely because they are exceptionally compliant. As
Darlyn Pirakitikulr and Harold J. Bursztajn state in their article in this issue of JCE, “Pride and Prejudice:
Avoiding Genetic Gossip in the Age of Genetic Testing,” for example, “frightened and demoralized” patients
find it “easier to go with the flow” than to initiate an objection. What this means is that some patients would
find it hard or nearly impossible to say “no” when their careprovider asks, “Is it OK for me to ask you
something that may hurt?” They may be like the 48-year-old woman who wouldn’t go for treatment for her
ovarian cancer, even though it was possible that she might die; she was denying that she was at high genetic
risk. The hypothetical patient above who said she knew that having an abortion would be better for her
family may not feel emotionally ready to discuss her own desire — if she has such a desire — to go against
what she sees as her family’s best interest and bear her child.
We may find that it is difficult emotionally to bear patients’ avoidance. Yet, patients must be prepared for
what they will experience, and we must be prepared to accept these kinds of situations and the helplessness
that patients may feel in response. It is essential that patients know their full range of options and the risks of
each option. When patients know this and then want no more discussion, we must accept that the best we can
do may be to maximally support their denial, rather than confront it.13
Patients may have denial for many reasons. In the case of the patient with the BRCAI+ gene, the patient
may have needed denial to retain her sense of hope.14 We don’t know whether the value of retaining hope (if
that is the reason for the denial) should outweigh the potential gain of testing or treatment. I would suggest
that to prepare patients in the ways just suggested, but not go further, may be the best that we can do.
SPECIFIC APPROACHES
Patients and their careproviders may feel confident that they can know how patients will respond to
agreeing to genetic testing, whether the findings are positive, negative, or uncertain. In fact, this may not be
the case. For example, a patient may have great anxiety prior to being tested, but this higher level of anxiety
about being tested may not predict how she or he will respond later, after receiving the testing results. The
patient’s anxiety may “go,” actually, in the opposite direction.15 Accordingly, we shouldn’t ever conclude
that a patient won’t benefit from counseling, even if the patient appears to be and reports to be wholly calm.
Rather, we should presume that, for most patients, genetic counseling will be significantly beneficial,16 and
we should tell patients that their prior feelings, no matter how calm, may be misleading. In any event, the
following suggestions are meant to apply to all patients.
PATIENTS WHOSE FINDINGS INVOLVE MOSTLY THEMSELVES
Some of the following approaches apply to giving patients information. They are not about genetic risks,
but about the risks for patients that are related to the process of deciding to be tested or to the consequences
that may be experienced when choosing to be tested. Many may appear to be nondirective, as they involve
only giving information, but this assumption is mistaken, as the connotation of the information may be
highly directive. Thus, the general principles outlined above regarding directiveness apply.
4
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Helping patients to consider counseling. A first concern is that a patient may not know that she or he
could benefit from counseling and so, to their detriment, decline it. Accordingly, we should take the initiative
to inform patients of the two empirical findings stated just above: (1) some patients may find the experience
of deciding whether to undergo genetic testing and/or the findings emotionally extremely “difficult,” but
may not suspect this; (2) most patients may benefit from genetic counseling, both before and after testing,
especially if they can become emotionally involved. We can tell patients that no matter how savvy they may
be, when it comes to genetic illness, they may have some emotional fears that even they can’t detect --fears
that are in an emotional “blind spot,” so to speak. In this situation, the additional eyes and ears of a counselor
may be helpful to them.
Helping patients to decide whether to seek testing. We may be tempted to urge patients to be tested
when the results could benefit them greatly — perhaps even be lifesaving. If we express our own bias, even
inadvertently, however, it may be counterproductive. Instead, we should tailor our interventions to the particular stage of awareness the patient has achieved. Earlier on, patients may simply not feel ready for testing.
In this circumstance, the most helpful thing is to support patients’ feeling that they need to wait. We can say
that for now the most important thing is to retain hope and not pursue testing. We can add that the patient can
change her or his mind later, and that this reconsideration may take some time.
If waiting may significantly increase patients’ risk, we should ensure that they know this. It may be
especially important to support patients at this time, particularly if others urge them to be tested against their
will. It seems paradoxical that we can best help patients by respecting and supporting their choice, even
when this is to avoid testing. If we do this while making patients aware of the risk, we may help them
overcome their fear sooner. We may also help them avoid feeling shame; later, if they become ill, others may
want to blame them for delaying testing, and the shame they may feel might harm them as much or more than
their genetic illness.
We can also help patients by alerting them to the possible risks of seeking too much information. This
may also seem counter-intuitive, as we may not be able to imagine that seeking out more and more information may, at some point, become self-destructive. Patients may feel virtually driven to it. Patients who do this
may be the opposite of those who are harmed from having too much denial; they may be “compulsive
information seekers.” Patients may become so frightened by the information they acquire that they can’t get
the information out of their minds. Simply stated, it “haunts” them. They seek out the “worst-possible scenarios” and then can’t get them out of their minds.17 This exhaustive worst-case scenario information may so
overwhelm patients that they “shut down” emotionally. Then they may avoid testing, even though it is most
beneficial.
As this may be the case, we should take the initiative to inform patients that, on the one hand, while it is
important to consider possible worst outcomes, it is as important not do this to an excessive degree. We can
tell patients that they may not be able to avoid “obsessing” about what they know, but they may be able to
consciously stop seeking out more information. We can encourage patients to discuss any medical experiences that they or others may have had that have upset them. We can say that we urge this because those
upsetting experiences may bias or even determine patients’ decisions. Finally, we can ask specifically whether
any of their own or other persons’ medical experiences have upset them recently — say, in the last year.18 If
patients answer “yes,” we should advise them to take more time to decide about being tested, as long as
doing this wouldn’t significantly increase possible risk.19
This is directive advice, and is based on the finding that most persons need at least a year to recover from
very upsetting events, and if they have to make a decision before a year (or more) has elapsed, their upset
feelings may dictate the choices they make.
Preparing patients for positive, negative, and uncertain results. Patients may become profoundly
emotionally disturbed after receiving genetic results, whether these results are positive, negative, or uncertain.20 It is empirically known in many clinical contexts that patients who are prepared and expect what may
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occur fare better than patients who are not prepared. This may especially be the case for patients who receive
the worst possible news, but have been able to anticipate that this might occur. An example of this truism is
patients with cystic fibrosis (CF), now the most common life-threatening genetic disease in the U.S. The
statistical life expectancy for people with CF is now the middle or late thirties. Some people with CF do as
well as others without the disease as they grow older, however, in large part because, in addition to support,
they have learned what to expect and have had time to adjust.21
To sum up, when patients do decide to be tested, we can help them greatly by preparing them for the
various possible results.
Positive results. The most important way we can help patients in the event they test positive for a genetic
disease is to inform them that what patients experience, even when they have the most serious genetic
disease, may depend more on how they perceive their disease than on the disease itself, at least until its final
stages. It may have an exceptionally great impact to say this before patients go for testing. If it is related after
patients test positive, patients may feel we are just saying this to help them feel better. Further, if it’s said
beforehand it may “pop” into patients’ minds later, when they most need it.
Some patients, even those who have the most serious genetic diseases such as Huntington’s, are able to
find different and new sources of meaning and joy even after they learn they have such a disease. Patients
may find new meaning in each moment of their lives that they hadn’t and perhaps couldn’t have before. They
may also help others find new meaning as they cope with their disease with as much dignity as possible. For
example, patients may want loved ones to have a positive memory of how they were, and hope to inspire
them to cope as well with any adversities that they encounter.
By telling this to patients beforehand, we may plant the seeds of these thoughts. We can acknowledge
with patients that these things may be easy for us to say, because we aren’t about to be tested! And on this
basis, it would be understandable if patients feel resentful about our comments. We should also acknowledge, though, that we are sharing the information before the testing (1) because it’s true, and (2) because
patients may be better able to hear it before testing, rather than after. As I mentioned above, patients may
remember this, and it may provide a ray of hope later on.
Another major way that we can help patients who test positive is to help them anticipate possible stigma,
which may even occur within their own families. We can also tell patients that stigma may occur even if they
are “only” a carrier. As Pirakitikulr and Bursztajn state, “lay people” often believe that “a mutation equates
to the presence of a malady.” Stigma is due to centuries of irrational attitudes. If we are able to address and
even attack the irrationality of stigma before it occurs, its harmful effects may be disproportionately less.
This claim may seem exaggerated, but recent empirical data indicate that even remarkably brief interventions by teachers can markedly change the invidious effects of both racial discrimination and gender discrimination. As a consequence, persons affected by stigma may do surprisingly better.22 One writer reviewing the extent of this impact has described it as “remarkable.” Another, an expert in this field, says that these
studies go “ ‘far beyond what you might expect from the simplicity of the interventions.’ “23
My favorite example illustrating this involves a patient who has an evident facial imperfection. When
she was a child, other children mocked her, and she felt great hurt and shame. When she was 12, she described this to a doctor when they were in a room that had a blackboard with chalk. At hearing this, he
grabbed a piece of chalk and threw it against the blackboard hard enough to shatter the chalk, and said,
quietly, “Makes you feel angry, doesn’t it.” She never again felt the same sense of hurt or shame.
The “lesson” is unmistakable — when just one careprovider says something like this, it may be enough
to change a patient’s life.
Negative results. Patients may have exorbitantly painful emotions even after they receive negative testing results. There are many reasons; for example, they may remain unconvinced they do not have the disease. For this reason, some careproviders recommend that, routinely, when patients have negative results,
careproviders should schedule a follow-up visit several months later.24 At this visit, we can evaluate whether
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patients have had difficulty believing their negative results. If so, we can reaffirm the negative results.
Patients may have painful feelings because someone related to them is positively affected. They may experience what is commonly called survivor guilt.25 They may feel intense emotional pain in this situation
because they have lost their (presumed) “shared genetic identity” with a loved one, and after testing negative
they may feel more distant and estranged.
Or the negative results may destroy patients’ prior “identity.” Some patients assume that they have the
genetic disease their parent had, will suffer from the illness, and perhaps die prematurely. For example, a
patient psychologically identified with her mother, who had Huntington’s disease. When she tested negative
at age 20, she said, “the one constant thing in my life has now been taken away.”26 This belief isn’t wholly
rational. Still, patients may become emotionally convinced of this from the first time they learn that a parent
is affected.
When patients learn that they aren’t affected by the disease, it may shatter their prior beliefs regarding
who they are and what they expect. They may, for example, never get married or have children, because they
“know” that they have this disease.27 If patients are told about these three possibilities before testing — that
they may not believe negative test results, that they may feel much worse after testing due to survivor guilt,
that they may lose a sense of themselves that they have had their whole life — it may help them to accept
these feelings later, if they occur. More importantly, it may also help them to see these responses as “normal.” They may then not experience, in addition to these other responses, the feeling of shame.
Uncertainty. Test results may be uncertain, which may occur in either of two ways: the predictive value
of the results may be low, or “modern medicine” does not currently know what the results mean. We can help
patients prepare in either case. The first thing we should tell patients is that most patients find the feeling of
uncertainty most difficult to bear. For example, patients who might have Huntington’s disease may prefer the
certainly of an unambiguous test result — even a positive result — than to live in uncertain fear.
For this reason, many patients choose to be tested. Some genetic tests may indicate that patients are at
greater risk, but the extent to which this changes their possible outcome is marginal. Under these circumstances, patients may not gain much useful knowledge from testing, but knowledge of their increased risk
may greatly increase their anxiety. As a result, patients may do better if they choose not to be tested. When
the medical profession doesn’t know what some genetic results mean, patients may face no known risk but
may also feel markedly increased anxiety.
This anxiety may significantly interfere with the quality of their lives. So, in advance, we should inform
patients how they may respond to whatever kind of uncertainty they can foresee, and this knowledge may or
may not significantly influence their decisions. It may help them to accept that they may experience anxious
feelings, and to not feel shame if they do. The seriousness of such feelings are illustrated by the experience
of a man who was caring for his wife as she died. As time passed, he felt increasingly distressed and, in his
words, “became unglued.” He felt profound pain and grief on his wife’s behalf, but he said that a greater and
more unbearable feeling was shame that he wasn’t “stronger.” The feeling of shame caused him to have
thoughts of ending his life, he said. (He didn’t, and has since done well.)
PATIENTS WHOSE GENETIC FINDINGS INVOLVE OTHERS
When patients consider genetic testing, this testing often involves the interests of family members who
are genetically related as well as patients’ significant others and spouses. These concerns are much more
complex in that they involve others.
Parents, siblings, and spouses. When a patient’s decision to be tested involves other adults, it is ideal to
be able to discuss key issues with all of those who are involved. We can try to persuade those who are
involved to get together, and this may succeed in many cases. It may be very helpful for those involved to get
together and improve their communication before the patient goes for genetic testing, because they may feel
less stress prior to testing and more able to hear, as mentioned above.
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The results of doing this may be disproportionately beneficial. For example, a man had been estranged
from his father for 10 years, and when they first reconciled, the son spent their first hour together lambasting
his father! For a decade, the father had spent all his holidays alone; after this meeting, however, the son, with
his wife’s agreement, has left her to join his father for every holiday. The effects of meeting to nurture loved
ones’ support for patients who may have genetic disease is similarly beneficial. As one teenager with cancer
expressed it: “Well, you kind of knew that your family cared but they never really had a chance to show you.
It kind of gives them a chance to show you.”28 Consequently, we should be directive and explore this initiative, and not be deterred if a patient is estranged from his or her loved ones.
Parents with serious genetic diseases may feel terrible because they will die prematurely.29 We may be
able to help parents and their children by enabling the parents to share this with adult children, if they
haven’t already. The principle is simple: Talk is likely to be better than no talk. If persons aren’t speaking
with each other, they most likely are holding their feelings within.
One of the greatest sources of distress in genetic testing is when siblings test differently.30 If the siblings
meet together before being tested, it may help them overcome this. Two sisters who had wholly different
styles of coping were both at risk. They sought counseling together, before being tested. Now, both engage
in optimal self-monitoring, and better still, perhaps, they report that “this conversation is part of their relationship.”31
Meetings can also help greatly — often in a different way — for spouses, since their partners aren’t
genetically affected but live “side by side.” For example, a wife was at high risk for breast disease but
wouldn’t go for genetic testing, and even refused to regularly examine her own breasts. The risk of not doing
either of these was “lethal.” She and her husband decided to go for counseling before she went for testing. In
the end, she decided not to go for testing but agreed to examine herself every month. At her request, her
husband reminds her to do so, “religiously.”32 It is particularly important for spouses to attend counseling
when one may be at genetic risk, because the person who is at risk may be terrified that the partner will
abandon her or him. This fear may be particularly pronounced if the person at risk observed this happening
with an affected parent.33 Even when a patient fears abandonment, we may be able to help the patient and her
or his partner improve communication, which may wholly alter the couple’s “fate.”
Children. Our potential to positively affect what patients experience also exists when the other affected
family members are children. An often agonizing issue for parents is deciding when to tell children that their
parent has — or may have — a serious genetic disease. If the parent has this disease, the child may then have
it as well. An example illustrating this wrenching dilemma is a parent who has myotonic dystrophy (MD).
MD is an autosomal dominant disorder characterized by progressive muscle loss. Parents must tell a child
that he or she also has MD when the child begins to show its manifestations, and this may be particularly
difficult because MD may occur earlier with each successive generation.34 Careproviders who encounter this
situation might discuss three things with the parents.
The first is how the child will feel if the parents don’t tell her or him in the longer run, but instead tell the
child about this as early on as they can. This information may be most difficult for children to hear at any
age, but, if parents don’t share it with their child early on, in addition to feeling devastated, as the child will
at some time in any case, the child may also feel bitter.35
The second is an argument that parents should not disclose that they and/or their child has or may have
a serious genetic illness as early as they can. In most simple terms, parents might hold off because the
information may cloud a child’s capacity to experience joy in the present. This may be a reason that parents
who are at genetic risk may not want to be tested. One mother said, for example, after she tested positive, “
‘Now when I look at my daughters I see death on their faces.’ “36
Third, if parents do tell their child, they may be able to support the child in ways that they otherwise
couldn’t. We could offer, as a group for consideration, children who have cystic fibrosis (CF) and their
parents. Many of these children do well, although they usually know that they have this genetic disease from
early on. The children come to know, also, that they will prematurely die.37 When children who know that
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they have CF are younger, their parents can imbue them with unparalleled self-esteem. This is exemplified
by a father who has MD and a 50 percent chance of passing it on to his children. He has two children without
MD, but the third child has it. He told her, “Well, I’m still glad you were born.”38
As children grow older and enter adolescence, it may be very painful to fear that no one will want to
marry them. Parents who have discussed their genetic illness openly with their children may again inculcate
exceptionally positive feelings. In this situation, parents may help their children acquire the sense that what
may be most important is whom they would want to marry for themselves. This might not be someone who
wouldn’t want to marry them because of their illness; this might be someone who would want to marry them
regardless of their genetic illness, but solely because of who they are. Parents may help their children use this
as a sort of litmus test for whom they might want to marry. An example of a man who “passes the test”
follows: he married a woman with MD and comments, “ ‘On my father’s side, there is deafness. . . . So it is
just kind of, you know, nothing. You just come to accept flaws in people.’ “39 They plan to have children
using prenatal testing, if they can.
Infants and fetuses. Parents may agonize over whether to have children who may have genetic illness,
and what to do should they learn, during pregnancy or just after their child is born, that this is the case. If
parents would be able to use pre-implantation genetic screening, we should take initiative to inform them
about it, because they may not be aware that it exists.40 Since some parents could find this offensive, we
should use the general approach outlined above: we could tell parents why we raise this option and say that
it is possible that they could take this the wrong way — namely, that we are implying that there is something
wrong with a child who has a genetic disease. After we do these things, we should then ask the parents
whether they want us to proceed. The hardest aspect may be that some parents will want to abort their child
or let him or her die after birth, when we feel that although it is “legal,” the parents’ grounds for doing this
aren’t justifiable.41
Some reasons that parents may choose to let a fetus or infant die when he or she has genetic problems are
more valid than other reasons. Parents may, for example, not want to have such a child due to feelings of
shame. We may inform parents of this possibility; state why we do this; describe to parents how they may
misinterpret our actions; ask them for permission to proceed. We can inform them that some parents, for
unconscious reasons and without knowing it, may want to “extrude” such a fetus or infant from their family,
so that their family can be “normal.” We can pursue this further and say that if the parents feel this way, they
may want to take more time with their decision, since feeling this way may be transient. They may regret it
later if they make a decision too quickly.42
Still, we must keep in mind that some parents have greater capacities to raise children with serious
genetic illness than others. The best any parent can do may be to decide what capacity she or he has, as best
as possible. This may result in what may seem to be a repeat of what happened to a baby born with Down’s
syndrome and intestinal atresia at Johns Hopkins decades ago. The baby died due to water and food being
intentionally withheld. I talked with a parent who made the same decision for an infant with most serious
genetic disease. He held his son, day after day as he died, and as water and food were withheld. The baby, the
father tells me, at the end, had the beginning of gangrene in his legs and stopped breathing, periodically, for
many seconds. This may seem to be gruesome, but we must, above all else, fully support parents if and when
this occurs. We should give our support even when parents legally can and do make decisions with which we
strongly disagree. This may be among the most difficult tasks we ever are asked to perform. Still, as leading
authorities in the area state, “the quality of the decision making process should not be assessed on the basis
of its rationality, but on the basis of the parental emotional outcome.”43
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